An 18-year-old male presented with a history of gradual, painless, progressive deterioration of vision in both eyes (OU) noticed few months back. There were no other ocular complaints.

There was no significant medical history.

Family history was unremarkable.

His best-corrected visual acuity was 20/40 (−1.00--0.75 × 110) OD and 20/50 (0.50--0.25 × 51) OS.

Anterior segment examination was unremarkable OU. Dilated fundus examination revealed similar findings OU \[[Figure 1](#F1){ref-type="fig"}\]. Optical coherence tomography (OCT) also showed abnormalities \[[Figure 2](#F2){ref-type="fig"}\]. Electroretinogram (ERG) was done \[[Figure 3](#F3){ref-type="fig"}\].

![Fundus photos](OJO-13-104-g001){#F1}

![Optical coherence tomography of the macula](OJO-13-104-g002){#F2}

![(a) ERG step 1. (b) ERG step 2](OJO-13-104-g003){#F3}

Questions {#sec1-2}
=========

What are the abnormal findings in Figures [1](#F1){ref-type="fig"}--[3](#F3){ref-type="fig"}?What is the differential diagnosis?What is the most likely diagnosis from the available information and pictures?What is the treatment one may offer to this patient?

Answer {#sec1-3}
======

Retinal findings:Fundus photos: OU: Normal disc and vessels, macular schisis, and peripheral pigmentary changesOCT macula: Intraretinal cysts with schisis in the neurosensory retinaERG: Severe reduction in rod function and electronegative ERG.Differential diagnosis:Juvenile X-linked retinoschisis (JXLRS)Macular schisis seen in retinal dystrophies such as enhanced S-cone syndromeCentral serous chorioretinopathyExudative retinal detachmentRhegmatogenous retinal detachment.JXLRS.Carbonic anhydrase inhibitor.

Juvenile retinoschisis is an X-linked inherited disease caused by mutations in the *XLRS1* gene. It is characterized by bilateral maculopathy, with associated peripheral retinoschisis (50%). This differs from acquired (senile) retinoschisis in which splitting occurs at the outer plexiform layer, whereas in JXLRS, splitting occurs in the retinal nerve fiber layer. Electroretinogram (ERG) may be normal or may show a decrease in the amplitude of b-wave (electronegative). In this patient, ERG showed a severe reduction in rod function, electronegative ERG, and abnormal ON response indicating an inner retinal layer defect \[[Figure 3](#F3){ref-type="fig"}\]. Fluorescein angiography does not show leakage.

Patients usually present with a gradual, painless decrease in visual acuity and reading difficulties due to maculopathy. Less frequently, the disease presents in infancy with squint or nystagmus associated with advanced peripheral retinoschisis, often with vitreous hemorrhage. A carbonic anhydrase inhibitor is used to treat macular schisis in JXLRS.

Prognosis is poor due to progressive maculopathy. Visual acuity deteriorates during the first two decades and may remain stable until the 5^th^--6^th^ decades when further deterioration occurs.
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